DESCRIPTION
Hurler syndrome is a rare lysosomal storage disorder with a prevalence of 1 in 100 000. It is caused by a defective IDUA gene which codes for α-L iduronidase and has an autosomal recessive inheritance. Enzyme deficiency results in accumulation of dermatan and heparan sulfate in multiple tissues which leads to progressive deterioration and eventual death.
The condition manifests with profound intellectual disability, corneal clouding, cardiac disease and characteristic musculoskeletal manifestations. Affected individuals have coarse facial features including a low nasal bridge and excessive hair growth. Additional symptoms include hearing loss, recurrent respiratory infections, 'claw' hand deformities and macroglossia.
Cervical myelopathy results from congenital vertebral anomalies (figure 1) and atlantoaxial subluxation which is seen in up to 38% of affected individuals. 1 It can be further aggravated by infiltration of the dura and cervical cord with mucopolysaccharides (figure 2). 2 The vertebral bodies are characteristically hypoplastic and demonstrate anteroinferior 'beaks'. Inferior vertebral beaking is also seen in achondroplasia, pseudoachondroplasia, congenital hypothyroidism, trisomy 21 and a variety of neuromuscular disorders.
The main laboratory finding is absence of lysosomal enzyme α-L-iduronidase activity in peripheral blood leucocytes, cultured fibroblasts and plasma and is considered diagnostic. A positive family history is often present.
Affected individuals often succumb to the condition in the first decade, from respiratory and cardiac complications. Apart from offering symptom relief, enzyme replacement therapy with laronidase and bone marrow transplantation may also improve life expectancy. 3 Genetic counselling and testing should be considered for couples with a positive family history.
Learning points
▸ Hurler syndrome is a rare autosomal recessive, lysosomal storage disorder. ▸ Affected individuals demonstrate typical clinical manifestatiosns, and the diagnsosis is confirmed by demonstrating α-L-iduronidase deficiency. ▸ Characteristic radiological findings include inferior vertebral beaking and odontoid hypoplasia. 
